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Peslome

* Wnntoctpauun Llenb. M3yyeHne yacToTel reHoTVNOB U annenei MyTaumin C282Y n H63D B reqe HFE y 601bHbIX NO3AHER KOXHOM Nopdupwel
K CTaTbe — (MKIM) 3anagHo-CrbMpCKOro permoHa 1 Ux BAMAHWA Ha KMHUYECKUE 1 B1oxummyeckme 0CobeHHOCTM 3aboneBaHuA.
Ha UBETHOW
BKneiike B xypHan  MaTtepuanbi u meTofbl. Habnoganu 14 60nbHbix ¢ MKI, KOTOpbIM NPOBEAEHO KOMMNEKCHOE OBLEKAMHUYECKOE U UHCTPYMEH-
(cTp. 11-111). TanbHoe obcnefoBaHye. LieneHanpaeneHHO onpeaensanyi noKasatenu SKCKPETOPHOro NPOGUNA Nokasarenei NopGUPMHOBOro

obMmeHa, MPOBOAUNY MONEKYNAPHO-TeHeTUUeCKkoe 06CneoBaHIe, Onpeaenss reHoTUMbl v anneny MyTaumii C282Y n H63D
reHa remoxpomarosa HFE.

Pe3ynbTaThl 1 06CyxaeHne. MonekynapHo-reHeTYecKoe UCCeJOBaHNE YCTaHOBWIO, YTO MyTaums reHa HFE obHapyxeHay 7
nauveHTos (50,0%). Annenb 282Y obHapyseH y 2 (14,3%), annenb 63D — Y 5 605bHbIX (35,79%). K bakTopam prcka MaHudecTaumm
MK oTHocunock uactoe ynotpebneHve ankoronsa n xpoHndeckas HCV-uHdekuma. Yaule peructprposanca reHotun 1b (9
UenoBekK), pexe — reHoTUn 3a (4 yenoBeka). JKCKPETOPHbI NPodKNb Nokasateneil NOpGUPMHOBOro 0bMeHa Y NaLMeHTOB
obevx rpynn npe.bilian KOHTPOsbHbIe 3HaueHA. [Moka3aTenu nopGUPMHOBOro 0bMeHa y NalmeHToB 6e3 MyTaunii B reHe
HFE 6111 4OCTOBEPHO BbILLE aHANOMMUHbIX NOKa3aTeneit y 60mbHbIX ¢ MyTaueld B reHe HFE.

BbiBogbl. MyTauwu B reHe remoxpomatosa HFE npu IMKIM HaligeHb! y 50% 6onbHbix. Yalle pervctpuposanacs MyTauua H63D.

YpoBeHb HapyLeHui nopdrprHoBoro obmeHa y 60sbHbIX C MyTaLMAMM B reHe reMmoxpomatosa HFE goctosepHo Hixke. Knu-
EDN: EJUMQJ Hyka MKy Bcex Habnoaaemblx 60NbHbIX He UMeNa pasnnunii. XpoHnuecknin BupycHbii renatnt C oLeHnBaeTcA Kak GakTop
pucKa MaHudecTaumn MK,

Kntouesble cnoBa. MonekynapHo-reHeTMyeckoe nccnefoBaHue, MyTaumy reHa remoxpomarosa HFE, no3gHas koxHaa nop-
dVpUA, IKCKPETOPHbINA NpodKnb NopdrprHOB, MeTabonnyeckie Hapylerna, HCV-uHekuma

KoHOANKT MHTepecoB. ABTOPbI 33ABAAIOT 06 OTCYTCTBUM KOHGNNKTA MHTEPECOB.
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Ssummary

Purpose. To study the frequency of genotypes and alleles of C282Y and H63D mutations in the HFE gene in patients with por-
phyria cutanea tarde of the West Siberian region and their influence on the clinical and biochemical characteristics of the disease.

* Illustrations to
the article are on
the colored inset

Materials and methods. We observed 14 patients with porphyria cutanea tarde (PCT), who underwent a comprehensive

general clinical and instrumental examination. The indicators of the excretory profile of porphyrin metabolism indicators

were purposefully determined, a molecular genetic examination was carried out to determine the genotypes and alleles of
the C282Y and H63D mutations of the hemochromatosis gene HFE.

of the Journal
(p. l1-111).

Results and discussion. Molecular genetic research found that the HFE gene mutation was found in 7 patients (50.0%). Poly-
morphism for the C282Y allele was found in 2 (14.3%) patients, and for the H63D allele — in 5 patients (35.7%). Risk factors
for the manifestation of PCT included frequent alcohol consumption and chronic HCV infection. Genotype 1b was recorded
more often (9 people), less often — genotype 3a (4 people). The excretory profile of porphyrin metabolism indices in patients
of both groups exceeded the control values. Porphyrin metabolism parameters in patients without HFE gene mutations were
significantly higher than those in patients without HFE gene mutations.

Conclusions. Polymorphism of the hemochromatosis gene HFE in PCT was detected in 50% of patients. The most common
mutation was the H63D allele. The level of porphyrin metabolism disorders in patients with HFE hemochromatosis gene
mutations is significantly lower. The clinical picture of PCT in all observed patients did not differ. Chronic viral hepatitis C is
assessed as a risk factor for the manifestation of PCT.

Keywords. Molecular genetic research, mutations of the hemochromatosis gene HFE, porphyria cutanea tarda, excretory
profile of porphyrins, metabolic disorders, HCV infection
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Vipentudukanua rena HFE, KoTopblit accouuupyeTrcs
C pa3BUTHUEM HACTE[ICTBEHHOIO reMOXpoMarosa 1-ro
TUIIA CTAJIO 3HAYVMBIM OTKPBITVEM B MOJIEKY/ISPHO-
reHeTUYeCKUX MCCAeJOBaHMAX. Y MAI[IeHTOB C Ha-
ClIe[ICTBEHHBIM TeMoxpoMaTo3oM B reHe HFE o6Ha-
py>keHsI iBe gacTble MyTanuu C282Y un H63D [1]. ITo
COBpEMEHHBbIM npejcTaBaeHuam y 50-100% manuen-
TOB HaC/IeACTBEHHBIN TEMOXPOMATO3 aCCOLMMPOBAH
C TOMO3UTOTHBIM COCTOsIHMEM I10 ajento C282Y, mpu
9TOM IPOMCXOAUT 3aMe€Ha LUUCTUHA B mo3uuuu 282

Ha tuposuH B rene HFE [2-5]. Ten HFE pacnonoxxen
Ha KOPOTKOM II/Iede 6-J1 XPOMOCOMBI Y€/T0BEKa OKOIO
KJIacTepa FeHOB [JITABHOTO KOMIIZIEKCa TUCTOCOBMe-
cTuMocTy — major histocompatibility complex xmac-
cal (MHCI) [6]. 3amennr C282Y u H63D Bnusior
Ha B3aMMOJeiICTBIE TPpaHC(hepPUHOBOTO perenTopa
C KOMIIIEKCOM JKejle3a, CaTypanuio TpaHcheppuHa
U ypoBeHb QeppUTUHA CBIBOPOTKY KPOBI, T.€. Pery-
NMpYyeTCs COCTOsIHMe 0OMeHa )xernesa [7]. Ilonyuenst
HaHHBbIEe, KOTOPble CBUAETEIbCTBYIOT O BBICOKOIL
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NpefpacloloKeHHOCTHU UL, eBPOIEeiCKOIl pachl
K HapylIeHUsM oOMeHa jKejle3a ¥ MyTalluy B TeHe
HFE y HuX perncTpupyercs cyljecTBeHHO 4aiie [8].
OTK/IOHeHNA B MTOKa3aTeNnAX Cofep>KaHMA JKelme3a
4acTo HabII0AAI0TCS TP XPOHUIECKIX 3a00/IeBaHN-
X HedeHN. [unepcupepuHeMus oOHapyX1UBaeTCs
y Hall€eHTOB C XPOHMYECKNM BUPYCHBIM T'elaTUTOM
B wnu C [9,10,11]. AHamornyHble HapyIIeHNs HabIo-
JAIOTCA IPY HEAa/IKOTO/IbHOM CTeaTorenaTure [12,13],
a/IKOTO/IbHOIT 601e3HM evenn (14, 15].

Hocurenn annena 63D nMe0T IMOBBIIIEHHYIO Be-
POATHOCTH 3ab0/IeBaHMsI CIOpafNIecKoil popMoit
no3zHeit Ko>xHou mopdupun (ITKII) [16, 17]. Vimerorcst
coobuteHus;, 4T0 B 65-70% cinyyaes 6onpHble ITKII
ABJIAIOTCA TeTepO- VIU TOMO3UTOTHBIMU HOCUTENA-
MU MYTaHTHOTO reHa remoxpomarosa HFE [18, 19].
IIpn aTom Roberts A. G. u coaBsr. [20] oTmedaroT, 4TO
44% manuentos ¢ Mmanudecrroit ITKIT umeoT my-
tauuu reda HFE no annento 282Y, koTopblit 60b11IE
OTBETCTBEHEH 3a CUHJPOM XPOHNUYECKOII IIeperpys-
KM JKe/Ie30M 0COOEHHO B MOMYIALVAX €BPOIEICKOTO
npoucxoxpaeHus [21]. Beicokoe cofep>xaHue xenesa
B CBIBOPOTKE KPOBU ABJIAETCS YaCTBIM U XapaKTePHBIM
cumnroMoM y 6onbHbix ITKII [22]. TToBbleHHas Ya-
crora MyTauuii o ajunenam 282Y u 63D rena HFE npu

MaTepmanbl n metoabl

Hab6nopanu 14 60nbHbIX (1 XXeHIMAY 1 13 My>K4nH)
¢ manudectroi ITIKII B Bo3pacTe oT 23 o 67 neT
(cpenHmit Bospact 46,7+3,3 roga). bBonbuble 06ce-
moBaHBI B a3y MaHubecTauuy U/ UM 060CTpeHN
3aboneBannA. [loaToMy BceM HaleHTaM OB IPO-
BeJleH 5-MeCAYHBIN KypC NIeYeHN eNarvioM C Io-
CTeIleHHBbIM IIOBBILIEHNEM O3Bl Tpenaparta (c 0,25 r/
Hep 10 0,5 T/CyT) U cOKpallleHueM UHTePBAIOB ero
npuema (c 2 pas B Hefienio fjo 2 pa3 B fieHs) [32]. TTo
OKOHYAaHMY Kypca JIedeHNs y BceX OONbHBIX ObITa
HOCTUTHYTA KIMHMKO-OMOXMMIYeCcKass peMUCCUS
3a00/eBaHNsA, KOTOPAsA XapaKTepy30Baaach CTOMKIM
paspelieHeM cCUMITOMOB ¢OTOCEHCHOUMM3A NN
KOXII U CHIDKEHVEM 10 HOpMa/IbHBIX 3HAYeHMI IIPefi-
IeCTBEHHIKOB IOP(QUPUHOB §-aMIHONEBYINHOBOI
kucnotsl (§-AJIK), nopdobununorena (IIBI) u ppax-
it nopdupnHos: yponopdupuna (YII) u xompo-
noppupuna (KII), npu saTom obiee comepkanne
9KCKPETOPHBIX Pppakuuit moppUPUHOB He HPEBbI-
mazno 200 HMOIB/CYT.

ITpoBOAMIOCH KOMIITIEKCHOE K/IMHIKO-TTab0paTop-
HOe I MHCTPyMeHTanbHoe obcnenoBanue. Ha aBToa-
Hanusarope Cobas Emira (IlIBeiinjapust) ompesensin
aKTUBHOCTb aMuHOTpaHcdepas (AnAT u AcAT), co-
mep>KaHue 6umupyo6yHa U ero Gpakuuil, WeT0YHYI0
docdarasy (IIP), raMMaTIOTaAMUITPAHCIENTUA3Y
(TTTII), nokasarenu obmeHa xenesa (peppuTH, KOH-
LIeHTPALIMIO XKe/le3a ChIBOPOTKY KPOBH, OOIIYIO XKerle-
30CBSA3BIBAIOIIYIO CTIOCOOHOCTD CHIBOPOTKY, PaCcCUN-
TBIBa/IM KO3 PUIMEHT HAaChIeHN s TpaHCheppuHa
Xene3oM). MeTonoM MMMYyHO(GEpPMEHTHOTO aHa/MN3a
Ha aHanu3satope Cobas Cor II (IIlBeitiapust) ¢ UCIONb-
30BaHMEM IMArHOCTUKYMOB, BbinycKkaeMbix 3AO
«Bexrop Bect» (r. HoBocnbupck), Bepuduiuposann
Hannuue Mapkepos remarutos B u C (HBsAg un cym-
Mmapuble anTU-HCV). IIpn 06Hapy >KeHMy CyMMapHbIX
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ITKII u paccMaTpuBaeTCs OGHYUM 13 IIpefpacoarao-
X GaKTOPOB K Pa3BUTHUIO TUIEPCUAePUHEMMUN WU
CUHJIPOMY XPOHMYECKON Ieperpyskn xenesom. Ha
aToM QoHe 4acTo HabmopaeTcsa GopMUpoOBaHME CTe-
aTo3a IIeYeHN, KOTOPBI MOXKeT TPaHCHOPMUPOBATHCA
B IIMPPO3 II€YEHMN U CYIECTBEHHO IIOBBIIIAETCH PUCK
Pa3BUTH TeNaTOLe/UTIONAPHON KapLuHoMBI [13, 23].
ITokasaHo, YTO IIPM HeaIKOTOJIbHON XKMPOBOI 6071e3HU
nedeHu myTtanunu B rene HFE perucrpupyrorcay 32%,
a ucMeTabom3M nopdupuHOB — y 65% O0bHBIX [24,
25, 26]. Xpounueckass HCV-nndexunsi, yactole anko-
TOJIbHbIE 9KCIIECCBI ¥I/W/IM XPOHMYeCKas aJIKOTO/IbHA A
MHTOKCHMKAIIV OLIEHNBAETCA OFHYUM M3 COBOKYITHBIX
yCIOBUIL, TPOBOLMPYIOLMX PACCTPOICTBA Opdupu-
HOBOro o6MeHa [27-30]. [ToaToMy BceM ManyeHTaM
¢ IIKII 06s13aTenbHO JOMKHO HPOBOANUTLCS 00CIeRO0-
BaHue Ha MmyTauuu B rene HFE u BupycHblit renatut
C, KoTOpbIe B HACTOsAIIee BPeMsA pacCMaTpUBAIOTCSA
KaK OCHOBHbIE IIPOBOLMPYIOLINe GPaKTOPBI pUCKa Ma-
Hudecraunu ITKII. [31].

Ilens paboTsl. VI3ydyeHe 4aCTOTHI TeHOTHUIIOB 1 aJl-
neneit myTanuit C282Y n H63D B rene HFE y 601bHBIX
103 Hell KOXXHOI mopdupueit 3anaguo-Cnbupckoro
peryoHa 1 uX BIMAHNE Ha KIMHUYeCKye ¥ OMOXUMU-
JecKye 0co6eHHOCTH 3a60/IeBaHMA.

aHTN-HVC fonomHNTeIBHO METOROM IIOTMIMEPAa3HO
LlerTHOI peak iy Ha Tepmonuktepe «Elmere Perkin»
B CTaHAPTHOM TEMIIEPATyPHOM PeXXVMe O pefleNAnu
HCV-PHK, a Tak>xe MeTOfOM 06paTHOI rubpuamnsa-
1y npoBojyny reHorunuposanne HCV (crangapr-
Has aBTOMATU3VPOBAHHAA METOAMKA).

KonuyecTBeHHYI0 OlLleHKY IOKa3aTesel moppu-
PUHOBOrO 06MeHa IPOBOAVIIN 11O SKCKPETOPHOMY
npoduo. KoHIeHTpauno npeyecTBeHHIKOB IOp-
¢upunos §-AJIK u ITBI, a Taxoke dppaxuyu YIT u KII
B MOYe YCTaHaBIMBAaJIM METOJOM XpoMaTorpaduu
U CIIeKTpOGOTOMETPUM C UCTIONb30BAHNEM TeCT-Ha-
6opa «Biosystems» (Vicmauus). [eHoTHNIMpOBaHME MY-
tanuit C282Y n H63D B rene remoxpomartosa HFE BrI-
TIOJIH S/ C IOMOUIBIO TOJIMMEPAa3HOI LIENTHOM peaKLun
C MOCNIeAYIOLIMM aHaIM30M MONUMOpdU3Ma AINH pe-
CTPaKIVOHHBIX GparMeHTOB. PMHAHCUPOBaHME JaH-
HOTO pasfienia paboThl: MONEKYIAPHO-TeHEeTHYeCKMI
(dparMeHT MCCIeOBaHM A BBIIIOJTHEH B paMKax 010f-
>KeTHOI TeMbl Ne 122031700094 -5.

ITonyuenHble faHHbIe oLleHnBanu suddepeniupo-
BaHHO. Pe3y/IbTaThl KIMHNYECKUX YU TaOOPaTOPHBIX
UCCTIefOBaHNUIT 06pabaThIBalIy METONOM BapMal[OH-
HOII cTatucTuku. CpaBHEHNA YPOBHSA HENPEPBIBHBIX
ToKa3aTeseil IPOBOAMIN TIOC/Ie TPOBEPKY HOPMaslb-
HOCTU UX pacmpefenenns no tecty Kommoroposa-
Cmupnosa. Ecniu nokasarens oTBeyan KpUTepusam
HOPMa/IbHOTO pacIpefieNieHNs, TO UCTI0Nb30BaANN Off-
HOGbaKTOPHBII AVCIIePCHOHHBIN aHanu3. Ecan moka-
3aTelb He COOTBETCTBOBA KPUTEPUAM HOPMAIbHOTO
pacnpenenenus, To IpUMeHAIN TecT MaHHa-YUTHU
I OBYX He3aBUCUMBIX BbIOOpOK. ITonydeHHbIe pe-
3y/IbTAaThl CPABHMBAN C JAHHBIMU KOHTPOJbHO
I'PYIIbI, KOTOPYIO cocTaBunu 40 MpakTUYECKH 370-
POBBIX KL Pasnmiuns mexxy cpeHUMY BeTnIMHAMU
CYMTaNu focToBepHbiMuy n1pu p < 0,05.
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Ta6bnuua 1.
KnuHuko-
cTaTMcTNYecKas
XapaKTepucTuka
60nbHbIX MK
MpumeyaHue.

*) CTaTuCTUYeCKan
DOCTOBEPHOCTD
MexXay rpynnamm
06cnefoBaHHbIX

PesynbraTbl n 06CyXaeHne

ITpoBeneHHOE MOJIEKY/IAPHO-TEHETUYECKOE MCCTIENO-
BaHIIe [I03BO/INIO YCTAHOBUTD, 4T0 MyTans rena HFE
6b11a 06HapyxKeHa y 7 manueHToB (50,0%). IIpu sTom
amenb 282Y obHapysxen y 2 (14,3%), a anmnenb 63D -y 5
60mbHBIX (35,7%). OnHMM U3 00513aTe/IBHBIX YCIOBUIL
IpOBeJieHN A CPABHUTENIbHBIX UCCTIEOBAHMII COTTTACHO
HNPUHIMIIAM JJOKA3aTebHO MeIMIIVHbI ABIAETCS
HO/ITBEPKI€HNEe CXO[CTBAa CPABHMBAEMBIX I'PYIIII IO
K/ITHUKO-CTaTUCTUYeCKUM HpusHakaM [33]. IToaTomy,
HpeXx/ie YeM NPUCTYNUTD K aHA/IN3Y IHOTyYeHHBIX
IaHHBIX, MBI IIPOBE/IN IIPeABAPUTENbHYIO OLEHKY Ia-
LIME€HTOB, KOTOPbIE 10 pe3y/lbTaTaM MOJIEKY/IAPHO-
TeHEeTUYeCKOTO MCCIeJOBaHMA OBUIN pas/ielieHbl Ha
ABe TPYNIIbL: 1-A IpyIa — 7 DalMEHTOB C BbIABIEHHON
myranueit rena HFE; 2-1 rpynmna - 7 nanyeHToB 6e3
myrauuu resa HFE.

PacnpeneneHne 601pHBIX 10 BO3pacTy B obenx
IPYIIaxX 0Ka3aJ0Ch HEOJJHO3HAYHBIMU. Y NalleHTOB
¢ myTanueii rena HFE cpepnuii Bospact okasancs 3a-
MeTHO Bbire. O[HAKO JOCTOBEPHBIX Pa3/IN4Mii C aIy-
eHTamu 2-11 rpynnsl (6e3 mytanuii rena HFE) o stomy
HOKa3aTenio He 0OHapyxeHo (mabzn. 1). He ormedeHO
TaKKe B CPaBHMBAEMbIX I'PYIIIaX CYIeCTBEHHBIX pas3-
NUYMIL B pacIpefeleHny 60NbHbIX M0 KIMHUIECKNM
¢dopmam IIKII u BapuaHTaM ee CE30HHOTO TEYEHMSI.
YacToTa perucrpanyuy GakTOpoB PUCKa, CIIOCOOCTBY-
IOLIVX BOSHMKHOBEHMIO iuicMeTabonm3Ma nopupu-
HOB B 06enx rpymnist 6s1a ognHakoBoil. K pakropam
PMCKa, KOTOpbIe MOI/IM CIIOCOOCTBOBATh BO3HIMKHO-
senuio I1KII, y Bcex 14 60bHBIX OTHOCUJIOCH YACTOE
ynorpe6ieHne afKoroys (KperKue HalluTKY U II1BO),
y 13 - xpounveckas HCV-undexunus, koropas y Bcex

HaIlMeHTOB Obl/a BHIABIICHA BIepBble. [loBogOM [
COOTBETCTBYIOIEr0 00C/IeTOBAHMA MOCTYXKIIa KOH-
craranusa y #Hux IIKII, koTopas Mo coBpeMeHHBIM
IpefCcTaB/lIeHNAM OLeHNBAETCA KaK BHEIIEUEHOYHOe
nposasieHne xpoundeckoit HCV-undexuum [34,35].
IIpenMy1ecTBEHHO PErUCTPUPOBATICA reHOoTHUII 1b (9
4e/I0BeK), pexxe — reHOTHUI 3a (4 yenoBeka). Kpome Toro,
9 MaIMIeHTOB Ha IPOU3BOJCTBE VJIM B OBITY [IUTETbHOE
BpeMs KOHTaKTUPOBAIU ¢ HePTEIPOAYKTAMU, B TOM
YJICIIe C STYIMPOBAaHHBIM O€H3MHOM, 5 — C TXKE/IBIMUI
MeTannaMu (PTyTh, CBUHEL), 3 — C HUTPOCOEIMHEHN-
AMHU, 6€H307I0M 1 OPTAHNYECKUMIY PACTBOPUTETISIMIAL.
ITaTomorusa medeHu 6bia BapuabenbHoll. CreaTos
IeYeHy JMarHOCTUpoBaH y 1, xpouudeckas HCV-
uHQEKI A Ha CTafiuy reraTura -y 11, iuppo3 neveHu —
Y 2 ¥ renaToLe/IIoNApHasA KapluHOMa — y 1 manueHTa
(ua doHe nupposa nedenn). 3aboneBaHUs SPYTUX
BHYTpPEHHNX OPTraHOB HabII0Zanuch pexxe. V3 Hux
HeCKOJIBPKO 4allle 00Hapy>KMBalach IaTONOTUA SHO-
KPMHHOI1 (HapyIlIeHe YIIeBOJHOTO 0OMeHa U ay TOUM-
MYHHBII TUPEOUJIUT) U CePAeIHO-COCYAUCTON CHCTEM
(apTepuanbHas r’MNEPTOHNA) U MPEUMYLIECTBEHHO
y nanueHToB ¢ MmyTauuamu resa HFE. Hanporus,
[IaTO/IOTs OPTaHOB IMIleBapeHns (racTpoasodare-
a/bHast 60JIe3HDb U A3BeHHAs 6ONe3Hb XKelyaKa, fBe-
HaJLIaTUIIEPCTHOI KMIIKM), @ TAK)Ke ITaTOIOI M Opra-
HOB JIBIXaHA (XpOHMYecKas 00CTPYKTUBHAS 60/Ie3HDb
JIETKMX) PErUCTPUPOBAJIICD C OMHAKOBOJ YaCTOTON.
B rpynny ppyrue 3a6oneBaHms BKIIOYEHBI ICOPUA3,
snmnencus u cuufpom llerpena. Takum ob6pasom,
0 KJIMHUKO-CTaTUCTUYECKMM JaHHBIM, HaKTopaM
pucKa, HabIogaeMOl TaTONOT UM IeYeHM Al eHTbI

bonbHble c myTauuen

BonbHble 6e3 myTaunu

MokasaTenb reHa HFE (n=7) reHa HFE (n=7) p*
n M+m,% n M+m,%

KnnHuko-crarucTudeckas xapakrepucruka 60npHbix IIKIT

Bospact 60/IbHBIX, TOMbI 7 51,5+4,1 7 41,8+4,4 > 0,5

BapmuaHT cesonHoro TeueHns IT1KII,%

o BeCeHHe-JIeTHUI 7 100,0 7 100,0 50,5

o JIeTHEe-BECEHHUIT - - - -

Knnangeckas popma ITKIL%:

e TUNNYHAA 7 100,0 7 100,0 >0,5

@axTops! pucka ITKIT,%:

* aJIKOTO/b 7 100,0 7 100,0

o HCV-undexuus: 7 100,0 6 85,7

o HeTepOAYKTHI 4 57,1 5 71,4 > 0,5

o TsIKeJIble MeTaJIjIbl 2 28,6 3 42,8

o IIpoYue 1 14,3 2 28,6

ITatonorus neuenn,%:

CreaTos neyeHu - - 1 14,3

Xpoundeckas HCV-undexmms: 7 100,0 6 85,7

reHoTun 3a 3 42,9 1 14,3

regoturn 1b 4 57,1 5 71,4 > 0,5

e l'ematut C 6 85,7 5 71,4

« IIuppos nedyenu (BUPyCHO-TOKCHYECKMIT) 1 14,3 - -

» lemarouenmonapHas KapImHOMa - - 1 14,3

ComnyTcTBYIOIAsA IATONOTUA JPYTUX BHYTPEHHUX

OpraHoB,%:

* CEpAeYHO-COCYJUCTasl CUCTEMA 5 71,4 - -

e 3HIOKpMHHAA CUCTeMa 6 85,7 1 14,3

e OpraHbl NUIIeBapeHNs 4 57,1 3 28,6 > 0,5

e OpPTaHbl AbIXaHUSA 1 14,3 1 14,3

o pyrue 2 28,6 2 28,6
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Ta6bnuua 2.
KnuHunueckue pax-
Hble 6onbHbIX MKI
MpumeyvaHue.

*) Paznuuusa
CTAaTUCTUYECKU
[OCTOBEPHBI MEXIY
rpynnamu obcnepo-
BaHHbIX
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BbonbHble ¢ MyTauuen

BonbHble 6€3 myTauuu

MokasaTenb reHa HFE reHa HFE p*
n M+m,% n M+m,%
Bospact maundecranun ITKII, rogst 7 42,5+3,8 7 38,9+4,0 >0,5
Hasuocts [TKII, romsr 7 4,4+0,9* 7 1,3+0,7% <0,02*
IutensHOCTD aKkTUBHOI ¢assl ITKII, mec. 7 5,240,3% 7 3,7+0,6* <0,05*
JIlepMaTOnOrM4yecKme CMMITOMBI,%:
o JIeTKasl PAHMMOCTDb KOXU 7 100,0 7 100,0
* 3pO3UN 7 100,0 7 100,0
o IIy3bIpU 7 100,0 7 100,0
o TUNEPIUTMEHTALUA 7 100,0 7 100,0
>0,5
o TUNEPTPUXO3 1 14,3 3 42,9
o CUMIITOM «3apeBa» 1 «JIMMOHHOM KOXM» 4 57,1 4 57,1
¢ poMOOBU/HAS CUEPIEHOCTD KOXKI 2 28,6 4 57,1
o KpUOTNOOyIMHEMUS 1 14,3 1 14,3
Cy6beKkTuBHBIE )Xa/100bl, CBsI3aHHbIE C IIOpaXKeHNeM nedeHn,%:
¢ OTCYTCTBHE Xanob 1 14,3 3 42,9
¢ 06mas cmaboctpb 4 57,1 4 57,1
« 607N U OlyIIeHNe TSHKECTH B IIPaBOM Hofpebepbe 3 42,9 4 57,1 > 0,5
o KOXXHBbIN 3y/1 1 14,3 2 28,6
« 6071 B cycTaBax 1 14,3 - -
QdusukanbHoe 06CIeNoBaHMe IIedyeHn,%
Pasmep neuenn,%:
o HOpMaJ/bHBIN 2 28,6 - - 505
o TermaToMeraaus 5 71,4 7 100,0 >
CHUMITOMBI IOPTA/IbHON I'MIEPTEH3NM,%
CriieHoMeranus 1 14,3 1 14,3
BapukosHoe pacuimpeHue BeH NuIeBoAa 1 14,3 -
Acuut > 0,5
YBennueHnne nuamerpa v. Porte - -
u v. Lienalis 1 14,3 1 14,3

ofenx IrpyIn He UMeNU NPUHIUINATbHBIX Pas3/iu-
ynit (ma6bn. 1). OgHako mpy aHanu3e 3aboneBaHMI
BHYTPEHHVX OPraHOB OTMEUYEHO JOMMHUPOBAaHMeE
MaTONOT MM CEPREYHO-COCYAUCTON U SHJOKPUHHOI
CUCTEM y Al MeHTOB ¢ MyTanuei rena HFE.

Manndecrauus ITKIT HacTynuia B Bospacte ot 22
1o 59 net (cpem—mﬁ[ BO3pacT 43,4+2,6 roja), a ee npo-
JOKUTETbHOCTD Ha MOMEHT KOMIITIEKCHOTO 06C/Iefio-
BaHNA BapbMPOBaJIa OT 2 MecsALeB J10 8 71eT (B cpefjHEM
2,5+0,7 roga).

Bmecre ¢ TeM Ha one myTaunit rena HFE Bospact
nanyenToB npy MaHugecrauyy ITKII 6511 HECKOMTBKO
BBIIIIE, YeM Y 60/IbHBIX 2-1 rpynmnbl (6€3 MyTaluit reHa
HFE), HO ZOCTOBEPHBIX pasnINyunii He 0OHAPY>KEeHO
(mabn. 2). Ognako maBHocTb ITKII, a Tak>ke mauTEND-
HOCTb (pa3bl aKTUBHOI CTaguy 60/Ie3HN OKa3ajyuCh
IOCTOBEPHO 60JIee IPOO/KUTENbHBIMH Y IIAIIIEHTOB
¢ mytauusamu rena HFE (ma6x. 2).

BonbHble O6b11M 06cIeoBaHbl B ¢pa3y manudecta-
yun u/unn obocrpenus IIKII. Ha srtoit craguu 60-
JIe3HU Y MAIVIEHTOB 00€eMX IPYIII PerUCTPUPOBATUCD
TepMaTOoNOTNYeCKe CMMIITOMBI, KOTOPbIe MOXKHO
pasmenuThb Ha [iBe rpynmsl. B 1-1o rpynmy crnepyer oT-
HeCTH CMIITOMBI OCTPOJ1 (pa3bl 3a60/1eBaHUA: TETKYIO
PaHMMOCTDb KOXM) IPY MEXaHMYECKOM BO3JIe/CTBUM
Ha OTKPBITBIX IOBEPXHOCTAX KOXKHOTO IMIOKPOBA, KaK
MpaBUJIO, ThIIbHAA MMOBEPXHOCTD KUCTEH, M CUMIITO-
MBI GOTOCEHCUOMNTM3AL NN TOABJIEHNE y3bIpeit
U 5p0O3MIT Ha OTKPBITBIX Y4aCTKaX KOXU (KMUCTH, yII-
Hble PaKOBUHBI, U0, es) (puc. 1 u 2 Ha yeemHoii
8Kelike 6 JypHam). DTU CUMIITOMBI HabIIOAaINCh
y BCeX aLlMEHTOB U He VIMe/M K/IMHIYEeCKIX Pas3myuil

(mabn. 2). Bo 2-10 TpyIIy CUMIITOMOB C/IefiyeT OTHe-
CTV MI3MEHEeHN A, KOTopble GopMuUpyoTca Ha GoHe
IIKII. Y 6onpmmnHCTBA MaLMEeHTOB HabII0ganach
muddysHas TUNIepIUrMeHTal A KOXY LA, e,
0671acTy BEKONbTE, IpNobpeTast Py TOM XapaKTep-
HbIIT 6POH30BBIIT OTTEHOK, TaK Ha3bIBa€MbII1 CUMIITOM
«3apeBa» (puc. 3). B MecTax pas3pelunBIINXCSA 9PO3NUIL
BO3HUKAJIY OYary TUIIePIUTMeHTaluu YU aTpoduu
koxn (puc. 1). K 6onee pefkuM cUMITOMaM MOXHO
OTHECTH TUIEPTPUXO3 B T0OHO-BUCOIHOI 06macTu
(puc. 4), poMOOBUAHYIO MCUEPIEHHOCTD KOXKI 3a/jHell
LIOBEPXHOCTH IIeU ¥ KPUOITIOOYTMHEMITYeCKIIT BaCKY-
mut (puc. 5). CUMIITOMBI 2-J1 TPYIIIBI 110 YaCTOTE pe-
TUCTPALIUY ¥ KIMHUYECKMM HPOABTIEHUAM He MU
pasnnunil y HabmogaeMbIX OOTbHBIX.

IIpn aHanuse CyObeKTMBHBIX 5Kamo6 6OTbHBIX
CIeflyeT OTMETUTD, YTO Y YaCTH HalMEeHTOB >Kamo06bl
OTCYTCTBOBAJIN, IPUYEM y IIOTOBUHBI OOIBHBIX 2-if
rpymnsl (6e3 myraunit rena HFE). Takue skamo6s1 Kak
obmjas cmabocTb, KOTOpas O0Jblile aCCOUNPYETCs
C TeIIaTOTPOITHON BUPYCHOI MH(pEKIMell, oLl yIeHue
60711 U 9yBCTBA TSDKECTM B IIPABOM IOApebepbe pe-
TUCTPUPOBANUCH B 06€NX IPYIINAX C OXMHAKOBOIL da-
croroit. Ko>xHBIi1 3y 11 60711 B CycTaBaX HAOMIONAMNCh
3HAYUTENbHO pexe (mabn. 2). TenaTomeranus npu
¢dusukanbHOM 006CTeOBAaHUM U B XOZie IPOBEeHNA
y/AbTpacoHorpaduu OpraHoB OPIOLIHOI MONOCTH 06-
Hapy>KeHa y IIOTIOBMHbI 60/IBHBIX 1-11 TPYIIIIBI 1 ¥ BCEX
MaIMeHToB 2-i rpynnbl. CUMITOMBI HOPTaAbHOI
runepreHsun (CIIeHOMeTanns, aCLUT, BAPUKO3HOE
pacliupeHye BeH INUIEBOAA, YBeIMYeHMEe N1MaMe-
Tpa v. Porte 6osnee 1,1 cm u v. Lienalis 6oree 0,8 cm)
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BepuQUIIPOBAHBI TONBKO ¥ 2 MALIMEHTOB, Y KOTOPBIX
oTMedeHO GopMUpOBaHIe HUPpO3a IedeHn (maosn. 2).
Oco06blit nHTepec y 06C/IeJOBaHHbIX ITallMIeHTOB
IpefICTAaB/IAeT COCTOAHIE MOPGUPUHOBOTO 0OMeHa,
[IOKa3aTe/y KOTOPOTO SABJISIOTCS [IaBHBIMI KPUTePH-
amu ang sepudukanuu manndecranyy ITKIT. Hamn
IaHHbIe OKa3a/lM, YTO B 9KCKPEeTOPHOM IIpodure
YPOBHM IpeflecTBeHHNKOB mopdupuuos (5-AJIK
u I1BT'), a Takxe ¢paxuuit nopoupusos (YII u KII)
y TTAIVIeHTOB 00 eMX IPYIIN MPEBBIITa/ IV KOHTPOIbHbIE
sHaueHus (mabn. 3). BMmecre c TeM Bce mokasaTenn
9KCKPETOPHOro npoduia nopupruHOBOro obMeHa
(8-AJIK, IIBL, YII, KII) y maneHTOB 6€3 MyTaLuil reHa
HFE (2-s1 rpymna) 66111 ;OCTOBEPHO BBIILE AHAIOT Y-
HBIX ITOKasaresei y 60/bHbIX 1-11 rpymnisl (mabs. 3).

He MeHee Ba>kHOe 3HaUeHe MY ITOKa3aTe/N
byHKIMK edeHn. AKTUBHOCTD aMIUHOTpaHChepas
(AnAT 1 AcAT) B o6enx rpymmax okasaaach GOCTO-
BEepHO BBI1IIe KOHTPOIbHbBIX 3HAUEHIT, HO MeX/Y CpaB-
HUBaeMbIMM TPYIIIAMIU Pa3INiNil He HAOTIO[ANOCh.
O6mmnit 6unupy6uH u ero npsMas Qpaxiys y namu-
eHTtoB 1-ii rpynmsl (c myranueit rena HFE) focrosep-
HO IIPeBBIIIAJIN He TObKO KOHTPOJIbHbIE 3HAUEHIIS,
HO U aHaJIOTMYHble 3Ha4eHMA OO/IbHBIX 2-11 IPYIIIIbI
(6e3 myrtanuit rena HFE). ¥V manueHTOB 2-11 TPYIIIIbI
0Ka3aJICsI 3aMETHO IOBBIIIEHHBIM TOIBKO YPOBEHb
wenoyHou pocdarassl (mabz. 3). [lpu aHanmuse moxa-
3aTesleil 06MeHa Xeles3a (3Kenes3o ChBIBOPOTKY KPOBH,
K09 PUIMEHT HAaCBIIeHN A TPaHCpeppUHa XKele30M,
¢dbeppuTnH) y 601bHBIX 1-i1 TPyNIIBI HabMIOAANACh
CTOIIKasl TEH[EHIINS UX JOCTOBEPHOrO JOMUHIIPOBA-
HUS B CPaBHEHUU C aHAJIOTMYHBIMMU IIOKa3aTelsIMI
y MalueHTOB 2-11 rpynisl (mabn. 3).

IIpu olleHKe MapKepoB a/IKOTOIbHOTO MOPaXKEeHNA
nedeHM (yINTHIBAS aIKOTO/IbHBII aHAMHE3 ITaIIMIeHTOB)
CIefyeT OTMETHUTD, YTO BCe CKPUHIHIOBbIE MapKephI
XPOHUYECKOIT aIKOTO/IbHON MHTOKCUKanyy (ko3 du-
uuenT [JlePurtuca - coornomenue AcAT/AnAT, ramma-
DII0TaMIUITPAHCIICITUIA3, YITIeBOGHO-Ae DU THBII

TpaHcheppuH) ObIIN CYIECTBEHHO BbIIlle KOHTPOJIb-
HBIX 3HAUEHMII y MaIeHToB obenx rpyn (mabn. 3).

ITony4eHHBIe HAMMU Pe3y/IbTAThI IO3BOJIAIOT 00CY-
INUTD PAJ, BOIIPOCOB. VIMEIOTCA COOOLIeHN A, YTO OT
43,9 no 73,0% 6ompubIX ITKII MOTYT ABIATbCA reTe-
pO- MM TOMO3UTOTHBIMIU HOCUTENTAMYU MYTaHTHOTO
reHa remoxpomarosa HFE no annenam 282Y u 63D
[20, 28]. Ha ocHOBaHMM MeTa-aHaaM3a TUTEPATYPHI
U KJIMHUKO-TeHeTUYEeCKMX MCCTIe/JOBAHMUI YCTaHOBIe-
HO, 4TO0 nonumopdusm rena HFE y maryentos ITKIT
IIOYTH B 3 pa3a yallle PerucTpuUpyeTcs 1o ajento 63D
(mabn. 4) n perucTpupyercs ¢ OTMHAKOBOI YacTO-
TOJ B cTpaHax 3anaziHolt 1 Bocrounoit EBpomnsl, co-
cTaB/IAA B cpefHeM 36,8%, I0xxHo011 AMepuke - 38,4%
u CIIIA - 37,1% (ma6x. 4). llomumopdusm rena HFE o
ameno 282Y vaie o6HapyxuBascs y 6ompHbix [TKII
B 3amazHoit u Bocrounoit Espone - 20,5%, HeCKONb-
ko pexe B CIIIA - 17,6% n xpaiiHe pefiko B IOxHOI
Awmepuke - 3,3%. He60mb110e KOMMIECTBO TMYHBIX
HabIIofeHNIT He jaeT BO3MOXXHOCTHU CYAUTDb O pac-
[POCTPaHEHHOCTY HaHHOM MyTaryu y 60nbHbix ITKIT
B Poccuiickoit ®enepanuu. OgHako HallM JaHHbIE
YKTafbIBAIOTCA B CPEIHECTATUCTIYECK e TIOKa3aTeN,
ony6/IMKOBaHHbIE B MUPOBOIL tuTeparype (maon. 4).
CnenyeT mog4epKHYTh, YTO KAMHMYECKAsA KapTUHA
IIKII, dakTOphI prcKa ee IPOBOLYPYIOLNe, )KamoOEL,
HaHHbIe QUINKAIBPHOTO 006C/IETOBAHNA 1 IEpPMATONIO-
TUYecKye CUMIITOMBI Y 6OMBHBIX 06eUX IPYIII IPUH-
LUIIMATbHBIX Pa3IN4nii He MMenn. ToMbKO TaBHOCTD
3a60/1eBaHMs U 0COOEHHO JIUTENBHOCTb aKTUBHOI
¢asbl 60mesun npu Hamnany MyTanuit resa HFE oka-
3aJTMCh IOCTOBEPHO BBIIIIE.

B HameM mccief0BaHMY Yallle PErUCTPUpPOBaIach
MyTauus resa remoxpomarosa HFE mo annento 63D,
YTO COIVIACyeTCs € JaHHBIMU [PYTUX aBTOPOB [18, 19].
AHanuaupys cocTosiHIe MOpGUPUHOBOr0 0OMeHa, Cle-
AyeT OTMETUTD, 4YTO MaHudecTanusa u/uim o6ocTpe-
uue ITKII Ha poHe MyTaruit rena remoxpomarosa HFE,
T.e. TIOSIB/IeHJIe CMIITOMOB (DOTOCEHCHOMMIN3aI NN

Ta6nuua 3.
Mokasatenu nopdu-
pVHOBOro 06MeHa

MNokasatenb

bonbHble bonbHble 6e3
KoHTponb (n=40) C MyTauuen reHa MyTauun reHa
HFE (n=7) HFE (n=6)

1 GyHKLMN NeyeHn

TToxasareny 9KCKpeTOPHOTro npodus nopdupuHOBOro o6MeHa

{N?SJ:)HMX KM §-aMMHO/IEBYIMHOBAs KMC/IOTA, HMOJIB/CYT 221,3%38,1 450,4+57,4* 742,0+43,1%*
Mpumeyane. TTopdobunmHoreH, HMOIb/CYT 17,4+4,4 39,241,1** 50,3+3,1%*
Pa3nuuusa ctatuctu- VYponopdupus, HMONL/CyT 13,84+2,9 2560,7+450,7* 5075,5+831,1**
YeCKM AOCTOBEPHbI Konponopdupus, HMOIb/CyT 54,145,1 499,7+70,0* 950,1+144,3**
(p <0,001-0,05) ) ITokasarteny GpyHKIUYU HeYeHN
Syortponem AnAT, MKMOTB/1 0,40+0,05 1,16£0,36* 1,03+0,18*
) C KOHTpONEem
Y MesK gy rpynnamm AcAT, MKMOnb/1 0,30%0,05 0,62+0,13* 0,65+0,08*
06CnefoBaHHbIX Bunupy6uH o61iuii, MKMOJB/TT 12,6+1,6 21,4+1,8** 14,8+1,9
Bunupy6uH npsamoit, MKMOJIB/T 0,5%0,2 9,1+2,3%* 1,941,1%*
Memounas ¢pocdarasa, U/l 175,249,8 167,4+12,2 222,7+16,4%*
IMokasaTenu ob6MeHa xxenesa
JKeneso cbIBOPOTKM KPOBU, MKMOJIb/JI 16,1£1,0 35,6+2,6** 26,9+2,8%
)If(zzgﬁ))ﬁizeHT HaChILIEHNs TpaHChepprHa 21,2419 55,844,7%* 20,548.9
DepputnH, MKI/1 226,8+38,4 480,0+16,4%* 201,0+9,9
Mapkepsl a/IKOTOTIBHOTO MOPa>KEeHM A IeYeH
Vupexc JePutuca (AcAT/AnAT) 0,35+0,05 0,79+0,28* 0,72+0,14*
FaMManTIOTaMUITPaHCIENTIA3a, efl/ 31,3+3,3 275,7£93,2% 262,8+92,8*
YrieBogHO-TePUINTHBII TpaHCCl)eppI/IH, r/n 2,6710,06 3,7240,28* 2,88+0,32
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Ta6bnuua 4.
YacToTa peructpa-
umn nonmmopodus-
Ma anneneit C282Y
1n H63D rena HFE

y 60/1bHbIX MaHN-
dbecTHOI Nno3aHein
KOXHoli nopdupum
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Yucno

be3 myTauuii reHa

AsTOpH Crpava  obcneno- HFE MyTtauua C282Y MyTtauua H63D
BaHHbIX n % n % n %
Stolzel U. et al. [21] Tepmanns 62 16 25,8 20 32,3 26 41,9
Bonkovsky H.L. etal. [28]  CIIA 52 33 63,5 11 21,2 8 15,4
Egger N.G. et al. [37] CHIA 39 10 25,6 11 28,2 18 46,2
Jalil S. et al. [38] CIIIA 143 67 46,8 5 3,5 71 49,7
Castiella A. et al. [39] Vicnanus 54 33 61,1 3 5,6 18 33,3
Vieira F.M.]. et al. [40] Bpasunus 60 35 58,3 2 3,3 23 38,4
Frank J. et al. [41] Yexns 51 21 41,2 12 23,5 18 35,3
Hamwu ganubie Poccus 14 7 50,0 2 14,3 5 35,7
Bcero: 475 222 46,7 66 13,9 187 39,4

KO, BOSHMKA/IM IIPY 3HAYMTE/NTbHO MEHbIIel KOH-
LeHTpauuy ¢ppakuuit nopGUpUHOB U UX HpeflIe-
CTBEHHUKOB. Takoxe OBIIO 0>KMIaeMO, YTO BCe IOKa-
3aTeny 0OMeHa XKe/le3a 0Ka3aauch JOCTOBEPHO BBIIIIe
y nanuenTos IIKII ¢ MyTauusaMu B reHe reMoxpoma-
toza HFE. Hanporus, yHuduuupoBaHHbIe IOKa3a-
Tenu GYHKIMM IIeYeHN JOCTOBEPHO B 00eMX IpyIIIax
IIpeBbIIIAT KOHTPO/IbHbIE 3HAUYEHM A, HO IIPU 3TOM
10 3TUM IIOKa3aTe/IAM Pa3Induil MeXY IPyHIaMu
06cIeloBaHHbIX He BHIABIEHO.

IIpuunHHas ponb 9TaHONA Cpefu GakTOpPOB pu-
cka maHudecranuy ITKIT He BbI3bIBa€T COMHEHMIT
[32]. InarHocTuka gfaHHOTO (PAKTOpa KO/KHA OBITH
KOMIUTEKCHOI1. ITo HaIllMM JaHHBIM B IEPBYIO O4epenib
HeOoOXO/VIM TIaTeNbHbIN COOp aHaMHe3a, B TOM YiC/Ie
Uy POACTBEHHMKOB, I KOMIIJIEKCHOE 61I0XMMIYeCKOe
uccnegosanue. Takue crenupuyecKkue moxKasare-
nmu Kak koappuument HePuruca (6onee 1,2), ram-
MarJoTaMUITPaHCIeNTHAa3a (0 HAIIUM JaHHBIM
6o7ee 7 HOpM) M IIOBBINIEHHBIN YPOBEHD YTIEBOFHO-
medunurHoOro Tpancheppuna (6onee 3,6 /1) MOryT
¢ 60/IbIIOI BEPOATHOCTDIO CBUJIETE/IbCTBOBATD O XPO-
HUYECKOV a/IKOTO/IbHOM MHTOKCUKAI[UU.

BbiBOAbI

1. Myranun B rese remoxpomatosa HFE mpu ITKII
BBIAB/IEHBI y 50% 60/mbHBIX. Yalle perucTpuposa-
nach myTanus H63D.

2. ITpu manudecranuu u/unn ob6ocrpenun IIKIT ypo-
BeHb HapylleHNI TopPUpPUHOBOro o6MeHa y 60/1b-
HBIX C MyTalusAMM rena remoxpomarosa HFE mo-
CTOBEPHO HIKE.,

P.S.

B coBpeMeHHOII 1UTEepaType ITMONOTNIeCKaA
PO/Ib XPOHUYECKOI TeNaTOTPONHON NHPEeKI UM,
obycmosnenHoit Bupycom remaruta C (HCV) kak
tpurrepsoro ¢gakropa npu IIKII paccmaTpupaerca
B CJIO>KHOII B3aMMOCBA3M C APYTUMM PaKTOpaMu
pucKa (HaKoIlJIeHue IOpQUPIHOB U OTI0XKEHMe XKe-
7e3a B TeIaTOLMTaX U NEePUIOPTANbHBIX TPAKTAX,
XpOHMYeCKas aJIKOTO/IbHA s MHTOKCUKAL M, TeHeTH-
YyecKas MpeJpaclooKeHHOCTD U Jip.) M CYUTAETCA
OIHMM U3 Ba>KHBIX KOMIIOHEHTOB MHOTO(aKTOPHOTO
[IaTOTeHEeTUIeCKOTO MEXaHM3Ma, CIOCOOCTBYIOLIETO
BO3HMKHOBEHMIO ¥ IPOI'PECCHPOBAHNIO HAPYLIEHU I
MeTabosuama nopoupuHos [32]. Xpounveckas HCV-
MHQEeKIMA KaK OJUH U3 BEPOSITHBIX 3TUONIOTHYE-
ckux ¢pakropos maHudecranun IIKII Hamu 6b11a
obnapyxeHay 13 n3 14 6onbubix (92,8%). G. H. Elder
n M. Worwood [36] BoIgBUTAIOT HpeRIIONOXEHNE,
4TO MHGeKIMA BUpyca remarura C ¥ MyTaIusa reHa
remoxpomarosa H63D moryT cuHeprusmpoBarb
u npuBoauTh K MaHudectanun IIKII, Torga kak
myTanusa C282Y MoXeT BBI3BIBATh KIMHUYECKNE
nposasnenus ITKII HesaBUCKMO OT BUPYCHOTO 3260-
JIeBaHUA MEYEHMN.

3. Ha ¢one myTanmit resa remoxpomartosa HFE 3a-
perucTpupoBaHsl 60/Iee BbIpasKeHHbIE HAPYIIeHN S
B 0OMeHe Kefesa.

4. Knunnyeckas cumnromaruka ITKII y Bcex Habmto-
TaeMBIX OOBHBIX He MMesIa pas/Iyyuii.

5. Xpoundeckuii BupycHbiii rematut C oneHMBaeTCA
kak ¢axrop pucka manngecranyu ITKII.

[laHHan cTaTba NOCBALLEHa NAaMATU MOero oTua Kpreolueesa bopuca Hukndoposumya, A.M.H., npodeccopa, KoTopsii onee
20 neT 3aBe0Ban Kadbeapoi KOXHbIX 1 BeHepudeckux 6omne3Hen HoBoCMOMPCKOro rocyAapCTBEHHOMO MeANLIMHCKOTO YHI-
BepcuTeTa 1 bonee 45 net u3ydan npobnembl nopdupuit. Maea ctatbi poaunacs 8 2009 rofy, HO 3aBepLIUTL €€ NoAYyYUNoch
TOMbKO ceityac. 1 oueHb 6arofapeH MoUM KOJIIEraMm 1 COaBTOPaM, KOTOPbIE MHE MOMOTIM 3aBEPLLNTL [JaHHYI0 PaboTy.
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Puc. 1. Cumntombl | B |
¢doToceHcmbunusa-
LU TbIIbHOW MoO-
BEPXHOCTY KUCTEN.
Fig. 1. Symptoms of
photosensitivity of
the back surface of
the hands.

Puc. 2. Cumntombl
¢doToceHcmbunusa-
LN Ha KOXe YLIHOM
PaKoBWHbI: 3p03UN
1 Ny3bIpy.

Fig. 2. Symptoms of
photosensitivity on
the skin of the auricle:
erosions and blisters.

1. ny3bipy, 2. 3po3un, 3. oyary fenurmeHTaumum.
1. blisters, 2. erosions, 3. foci of depigmentation.

Puc. 3. InddysHan

runepnurmeHTaLua

KOXW Nnua, wen, 06-
nacTy AeKonbTe, CUM-
nTom «3apeBa»

Fig. 3. Diffuse hyper-
pigmentation of the

skin of the face, neck,
decollete — a symp-
tom of “Zaryov”

Puc. 4. Tuneptpurxo3

N06HO-BUCOYHON 06-
NacT 11 5pO3nK KOXM

nvua.

Fig. 4. Hypertrichosis

of the frontotempo-
ral region and erosion

of the facial skin
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PucyHok 5.
KpuornobyneHumunyecknii Backynmt
Figure 5.

Cryoglobulinemia vasculitis






